SUMMARY A family is presented with short stature, femoral epiphyseal dysplasia, mild vertebral changes, and sensorineural deafness inherited as an autosomal dominant trait. Myopia and retinal detachment presenting in adult life were also present in some affected members. We suggest that this disorder may be a distinct entity within the spondyloepiphyseal dysplasia group of disorders.
The group of conditions classified as multiple epiphyseal dysplasia (MED) and spondyloepiphyseal dysplasia (SED) present with characteristic radiological changes of the epiphyses of the long bones and vertebrae. Associated features, in particular cleft palate, myopia, retinal abnormality, dysmorphic facies, and deafness, have been described singly or in combination in patients with spondyloepiphyseal dysplasia congenita (SEDC).'3 We present a family with an autosomal dominant condition that clearly falls into this group of disorders, but appears to show a previously undescribed combination of features segregating together with minimal variability.
Case reports CASE 1 The proband (IV.11, fig 1) was referred because of undiagnosed familial short stature at the age of two and a half years. Pregnancy, delivery, and developmental milestones were unremarkable. The birth length is not known. Her height and weight were recorded as being on the 10th centile at the age of one year and the hip joint was found to be stable at that age. At 18 months of age, a waddling gait was noticed with hip and knee pain which presented as discomfort on movement. An episode was described when the child was unable to get up from kneeling Received for publication 12 February 1986. Revised version accepted for publication 14 August 1986. position because of inability to straighten her leg. In addition, surgical boots with inserts were needed because of abnormally shaped heels. The height and weight were just below the 3rd centile at 18 months of age. Unilateral hearing loss was discovered on routine testing at two years of age.
On examination at the age of two and a half years she had short stature with a short neck and mild shortening of the spine. Lumbar lordosis, prominent heels, and bilateral clinodactyly were present. The face was triangular, with a protruding forehead and bluish sclerae. There was no apparent hypertelorism, malar hypoplasia (fig 2) The mother of the proband is aged 36 years and has short stature, deafness, and myopia. The hearing deficit was noted at the age of two years. Her speech is indistinct with a nasal quality. Waddling gait with intoeing was present from an early age, when she also experienced pain in the hips and knees. Subsequently, in her second and third decades, referred pain from the hip joint and cervical spine was her major symptom. Myopia was present from early teens. Her general health is good and she is of average intelligence.
On examination she had a short neck and mild shortening of the spine, disproportionate to the limbs. Her These showed no apparent shortening, normal bone modelling, and no evidence of epiphyseal dysplasia, apart from the capital femoral ephiphyses.
Skull
The skull and odontoid peg appeared normal. The radiological appearance before surgery showed Biconvex vertebrae are present in the dorsal region and pear reduced cephalocaudal height of the iliac wings with shaped vertebrae in the lumbar region. some constriction inferiorly above the acetabular Perthes' disease and its variant, dysplasia epiphysealis capitis femoris,6 also presents with early childhood hip discomfort, but the evolution of usually unilateral radiological changes is clearly different and when bilateral it is always asymmetrical. Both of these disorders are usually sporadic, but familial cases have been reported.7
Namaqualand hip dysplasia8 segregates as an autosomal dominant trait and the skeletal changes of early fragmentation and flattening of the capital femoral epiphyses are very similar to those in our family. Degenerative arthropathy subsequently develops, necessitating hip replacement. However, the vertebral changes are not as marked as in our family and the onset is later in childhood. Deafness and eye pathology are not features of Namaqualand hip dysplasia.
Upington disease9 consists of Perthes'-like hip changes associated with ecchondromata of peripheral joints, which are not present in our family.
In the syndrome described by Pfeiffer et al,'t1 three brothers with epiphyseal dysplasia limited to the femoral head, normal vertebrae, severe myopia, and perceptive hearing loss were reported. The parents of these children were related and autosomal recessive inheritance is therefore likely. This family most resembles our cases except for the mode of transmission and a normal radiological appearance of the spine in the affected males.
Thus, it appears that whereas the family presented here manifests many features of spondyloepiphyseal dysplasia congenita, the overall pattern of abnormalities segregating together represents a previously undescribed condition. Detailed histopathological'1 12 and molecular studies will be needed for the precise subdivision of this heterogeneous group of disorders.
